The coexistence of age-related macular degeneration and retinitis pigmentosa in three unrelated families.
To describe the clinical, electroretinographic (ERG) and genetic findings in three unrelated families with a coexistence of severe, atrophic age-related macular degeneration (ARMD) in the first generation and rod-cone retinitis pigmentosa (RP) in the second generation. Patients underwent complete ophthalmologic examination, fluorescein angiography (FA), Humphrey visual field (HVF) and ERG analyses. Genetic screening was conducted to search for mutations of the ABCA4, peripherin/RDS, and GCAP-1 genes. In each of the three families, the mother demonstrated severe vision loss from geographic atrophy (GA). At least one child in each family demonstrated clinical and ERG evidence of rod-cone RP with a flat or severely depressed scotopic response and a variably depressed photopic response. Genetic screening was negative for known mutations in ABCA4, peripherin/RDS and GCAP-1 genes. The coexistence of ARMD and RP in different members of one family lacks precedent in the literature. Here we present three families with severe, atrophic ARMD (GA) in the mothers and rod-cone RP in the children, which may represent a novel phenotype. A currently unidentified genetic mutation with variable expression and/or gene manifesting a carrier state may explain the presence of these two diseases in the same family.